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REEHE : THEAISKILE R MEE |

REA - [HNSKILE R EE R FRE]
5L

NSRS RS MESE  (Neurodegeneration with brain iron accumulation; NBIA) X
RIE~DERILE 2 i & T 5 BARPEARRR AR BRET, N M7 VRS T — B EER RS
BMIE, k7 = U FUE, b n 77 A I UJE, Kufor-Rakeb JEERE, X—% 7o
AT By EBEMRREMERE  (SENDA) 72 E3E £ D,

KRN ATP13A2, C190rf12, CP, DCAF17, FAZH, FTL, PANKZ, PLA2G6, WDR45, COASY i&fs+
DE NI Ea— REET 7 Y o L OO AT T A AL EZ . KR —2 =
Y =TT L. BB SNET VVBE 1%L FORie S U 7 2 M2OWTHRE S
Do FEHY — FRIRIAR S — 7 v —D 7 — % OMSEDLERGEIL, T —EICk
LF XY BTV == —TOMRNT 21T 9, RBREEIKRE « ffi NFED 2 v — K21t
RKBUER T ) DEIEZAGICE U CIIEREE COME A EHE Y — R oK — 7 v
P—TEWNERTZD, WEIRLE LAV, FHIaE A Z7I2onTEANY T ha—F
—TCTHRHTEZbDICEALTTRET 28, NU T ha—F—THRIHTE R o72b
DIZEE L TIEHEE vy, 72 BRUsEBIIN A, FREOfEs BT iB8ind 5,

B4 position (hg38) HGVS. ¢
Cl9orfl2 chr19:29708415 c. —2C>T (NM_031448. 6)
FTL chr19:48965093 c. —415C>A (N\M_000146. 4)
FTL chr19:48965288-48965312 c. —220_-196del125 (N\M_000146. 4)
FTL chr19:48965318 c. —190C>T (N\M_000146. 4)
FTL chr19:48965319-48965347 c.—189_-161del29 (\M_000146. 4)
FTL chr19:48965322 c. —186C>G (N\M_000146. 4)
FTL chr19:48965324 c. —184C>T (N\M_000146. 4)
FTL chr19:48965326 c. —182C>T (N\M_000146. 4)
FTL chr19:48965326-48965330 c.—182_-
178de1CGGGTinsTGGGG (NM_000146. 4)
FTL chr19:48965330 c. —178T>G (NM_000146. 4)
FTL chr19:48965332 c. —176T>C (N\M_000146. 4)
FTL chr19:48965333-48965338 c.—175_-170de1GTCTCT (N\M_000146. 4)
FTL chr19:48965337 c. —171C>G (NM_000146. 4)
FTL chr19:48965340 c. —168G>C (N\M_000146. 4)
FTL chr19:48965340-48965343 c. —168_-165de1GCTT (NM_000146. 4)
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FIL chr19:48965341 c. —167C>A (NM_000146. 4)

FIL chr19:48965342 c. —166T>C (N\M_000146. 4)

FTL chr19:48965344 c. —164C>G (NM_000146. 4)

FTL chr19:48965345 c. —163A>C (NM_000146. 4)

FTL chr19:48965347 c. —161C>A (NM_000146. 4)

FTL chr19:48965347-48965348 c. —161_-160de1CA (N\M_000146. 4)

FTL chr19:48965348 c. —160A>G (NM_000146. 4)

FTL chr19:48965349 c. —159G>C (N\M_0001486. 4)

FIL chr19:48965350-48965365 c. —1568_-—
143de1TGTTTGGACGGAACAG (NM_000146. 4)

FTL chr19:48965351 c. —157G>A (NM_000146. 4)

FTL chr19:48965354 c. —154T>G (N\M_000146. 4)

FTL chr19:48965355 c. —153G>A (NM_000146. 4)

FTL chr19:48965355-48965356 c. —153_-152del1GGinsCT (N\M_000146. 4)

FTL chr19:48965357 c. ~151A>C (NM_000146. 4)

FTL chr19:48965358 c. —150C>A (NM_0001486. 4)

FTL chr19:48965359 c. —149G>C (N\M_0001486. 4)

FTL chr19:48965360 c. —148G>C (N\M_000146. 4)

FTL chr19:48965364 c. —144A>T (NM_0001486. 4)

FTL chr19:48965398 c. —110C>T (NM_000146. 4)

FTL chr19:48965464 c. —44delT (NM_0001486. 4)

PANKZ chr20:3923233 c. 1663-11T>G (N\M_153638. 4)

PLAZGE chr22:38113928 c. 2035-274G>A (\M_003560. 4)

PLAZGE chr22:38114580 c. 2035-926G>A (\M_003560. 4)

PLAZGE chr22:38133029 c. 895-16T>A (N\M_003560. 4)

WDR45 chrX:49076771 c. 236-18A>G (N\M_007075. 4)

() MEFHE

MENHEUL LIS 7 S5 DNA D 24T DA RBIFOTAESEa—
Sl YL EDA v ha BRI GEANA T VA= a b D WIEEERD
HEE (polymerase chain reaction ¥, PCRALME) (X VIRMI L. WIS —7
PH—HDHN0NEF v BTV —— I K ABE TR EZITV., A xS
RO AEE a— FEICEIT 52— v v v 7Tl rTRE 2 K HBUBE S
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ARSI AL OF LT 2,

(2) EMEEKOHEERE
EERINZHAWSNTWDE F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEDOHHA
FriZa L, AREITREMEZET L0 TIEIH Y THA,

(4) RECETSHEK
TRIEDAFIT IO A 225 60 E 3 A LI,

(6) HEZHEFETIHEITH o T, RERICHEEAT ) WEREFTOLH
HEDFEFELH Y FH A,

6) BIEDTERSM:
AR TRE D B AJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
WREF ST D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEf7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) BREDOREFRM
PRIMAR T, TR IE £ 7 TR E T 5.

(10) BiEDRHESAE
F2 (7). (8). (9) % HIKIZOWT, FIZ AN CEEIC TAFTICHET S
(MEITE LT, RAKIOEMS ), FBEBOBRICHET D Z L2 FHIE T 5,

(11) REEREEROBRED 7~ VO EE
BRIRBE F ~ IR E AL TD 72 5 ONCHRIASERA 1D 2 30#k4 5,
RAEREEIT, YRERBTEOMRAHHT 2, TATEEE 20 FIoRT,
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- [E4 AL 1D

RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE

s A R T A ST DORERS

* e ARE AT SE R

(12) MRk % ERBEE D DFEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBLAEZ AR A0 C, EREEBIC I e R A (R T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASENEAND T S DNABFZERT Bl FRAE (O B FRA=)
T292-0818 T AR H M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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